was present on the lateral border and dorsum of the right foot. An erythematous indurated, scaling plaque, 6 cm in diameter involved the medial side of the right knee. General examination revealed no abnormality. Investigations: Biopsies from the right foot on several occasions showed chronic nonspecific granulomatous tissue, with giant cells, but no evidence of fungi or tuberculous infection. Scrapings from the foot did not contain fungi, and culture revealed organisms of a proteus species together with Staphylococcus albus.
Flood WR negative; hemoglobin and WBC normal. ESR remained elevated and about 35 mm in I h (Westergren).
Chest radiograph revealed fibrotic changes in the right lung without evidence of active tuberculosis.
Mantoux test positive at 1 in 1,000 old tuberculin. Treatment: Since the onset, a wide variety of local antiseptic and antibiotic preparations have been applied. Courses of systemic antibiotics have given temporary improvement and in 1955 a short course of isoniazid and PAS was given with little change in the granuloma.
Discussion
This long-standing granuloma has been extensively investigated but despite repeated examinations to demonstrate fungi, tuberculous bacilli or other mycobacteria, no significant pathogens have been revealed. The recent additional lesion on his knee made us again consider a fungal infection, especially chromoblastomycosis, but culture and histology have been negative. In favour of tuberculosis verrucosa cutis is the fibrotic change of the right lung, but previous anti-tuberculous therapy did not help the disease. This unusual hypertrophic granuloma must therefore be included in the group of chronic granulomata, the itiology of which is obscure.
Additional note: Since demonstration of this case a further more intensive course of anti-tuberculous therapy has been given, with streptomycin, PAS and isoniazid. A definite improvement has occurred after three months' therapy, but this may be due to the action of streptomycin on secondary bacterial infection. This therapy is being continued over a prolonged period, to make certain that tuberculosis has been adequately excluded.
The following cases were also shown: Fig 1, where this patient is A.III.20.) On examination: Finger nails: over half of both thumb nails missing; the left index finger nail is small, flat and shows median fissuring; that on the right is smaller and flatter than normal. Knees: loss of normal contour; flattening due to absence of patellae. Skin: posterior aspect of left thigh shows circumscribed psoriasiform glazed patch. X-rays of knees, pelvis and elbow-joints (Dr M Fitzgerald): The patella is missing on both sides and early osteoarthritic changes are present in either knee. There is a Paget's disease (osteitis deformans) of the right half of the pelvis with osteoarthritic changes in either hip-joint, more marked on the right side. There is a tendency to iliac horn formation. X-ray of the elbows revealed no abnormality. Blood count: Hb 96% (13 9 g/100 ml). WBC 5,000 (neutros. 63 %, eosinos. 5 %, lymphos. 30 %, monos. 2 %). Group A, Rh-positive, Rlr CDe/cde. Histopathology (Dr J McMurray): Skin lesion of thigh shows a pattern of Bowen's disease.
Comment
The nail-patella syndrome is well known.wmongst geneticists but is relatively unknown to dermatologists. As far as is known a similar case has not been shown at the Secti,n of Dermatology, though Firth (1911) demonstrated the syndrome in a mother and three children at the Section for the study of Disease in Children.
The patient was referred to me, not because of his rare congenital anomaly, but on account of the development of a patch of Bowen's disease on posterior aspect of right thigh. Subsequent investigations showed that he was also suffering from Paget's disease of the pelvis. It is intriguing that a rare syndrome characterized by a constellation of abnormalities of its own should be complicated by a relatively rare skin and bone disease.
I am indebted to Dr J H Renwick, for the loan of his PhD thesis and various reprints on this subject. The syndrome provides valuable material for various investigations by geneticists including linkage studies. The condition has been exhaustively written up and investigated by many workers and Renwick (1956b) reviews 51 papers dating from 1872 to 1954. The term nail-patella syn-drome is favoured by Renwick as it is simple, informative and completely specific; also it has thequality of ease of reference in an index medicus as it contains the key word patella. He prefers it to Roeckerath's (1951) term, hereditary onychoosteodysplasia. In a paper on the genetical linkage between the ABO and nail-patella loci Renwick & Lawler (1955) state that the nail-patella syndrome is controlled by a regular autosomal dominant gene.
The features include, dystrophy of the nails, hypoplasia or absence of the patella, posterior dislocation of the head of the radius and the presence of an 'iliac horn', a conical bony projection from the middle of the iliac bone.
The following properties of the syndrome recommend it for a linkage study: it is obvious at birth and has never been clearly shown to 'skip' a generation; it can be diagnosed with confidence without laboratory facilities and, when the individual is dead or inaccessible, the reports of close relatives can often be accepted. Moreover, it does not reduce fertility or length of life, so that pedigrees which include subjects withthis syndrome can be large. The segregation ratio is found to be 1 : 1, and in Renwick & Lawler's sample, after excluding the propositi, the sibships contain 139 affected and 129 normal individuals. The sex ratio is also not distinguishable from 1: 1, since 65 of these 139 affected individuals were females and 74 males. Their investigations showed that the nail-patella gene is closely linked to those of the ABO blood groups; the nail-patella gene is not associated with any particular ABO gene but may be on the chromosome containing the A gene, B gene or 0 gene.
Diseases of nails are usually considered to be in the province ofthedermatologist. Renwick(1956b) conveniently lists those conditions in which the naiil anomaly resembles that in the nail patella syndrome, as follows: (1) Simple anonychia. (2) Anhidrotic ectodermal dysplasia. (3) Hereditary koilonychia. (4) Brachyphalangy (various forms) with small, defective or absent nails. Addendum: Since this case was submitted for publication it has been learned that Fixsen presented a woman patient at the Section -of Orthopledics, Meeting of March 5 1963 (see this issue, p 896).
